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1020030007122 
[^l^iig] 

[SMI] 



?a| SXh 2003/3/8 



20 ffl 29,000 S! 

8 ffl 8,000 S 

0 2d 0 S 

12 fl- 493,000 
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1. SSfAi- SAilAi(£E)_1S 
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1020030007122 %^ <£t\: 2003/3/8 

[A^H 

tfl^-fh^^iSl ^flfe -fr^^Ji^ ^ Sj^tf. fl^]^ 

^ ^^^1 4-^, iiTim sstLofl tfl«fl>H ^^s. 

*1 ^AlSl ^Ji7} o>u)d^£ aSi^S o)-§-^H ^^1^1 ^at fH-^I ^ 

£ 1 
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1020030007122 QA- 2003/3/8 

-n-^^^-l- ^^w. ^efl 0 ] ^ Til ^ ^{System for designing 

probe array using heterogeneneous genomic information and method of the same} 

£ l£r -S- ^<H1 nr€- 5Si <H ^Tfl Al^ofl rfl*> ^ ^H^l ^% 51 

£ 3^ 3*1^^ ^Mltr S^ltb l^r-E, 

£ 4^ ^°\) ^r€- ^Sti. ^711 

£ 6£- tfl^-fr^^^.7> BRCA2^ nfl, *gHH o] A^sf ^a] 

5il <H3H ^Tfl Al^efl ^ yj-^ofl ^ ^o. Sj ^.cf Aj-^Tfl^ o] 
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1020030007122 #^ 2003/3/8 

# ^ J1tt€" ifliL El = (Oligonucleotide)* 0 l-§-tb *}o]3.3.<>1 (microarray)^ 3 
^ ^ ^iL# ^ ^ilS. <y*H ^ ^-fr 

wljl SX^r 7l#o]cf . o]^ 7l ^-(support material)^ =£1^^ 3--g-*>fe #B}oL^#3l 

#sjji^r ^(Expression profile)^ 7l]^-( genome) #3 ^ -R-*l ^iL# 3?-°l*} 
*r ^Kgenotyping)^- uPr<H m. - o}cf. ^ 3-~- Afl-o} -fr^H *l*fl 

SM^fe 7>^lCf. 

*^i^f#efl^.^c# o]-g-^ n>ol^ S o^ e flol^- ^71 ifl^ «^ 7}^ 7}^0\) 

Jl^^o] i-5lJl^t^lo^n 7]#olcf . Qjy>^j o_S, 

3}- Afl^o} ^ ofl^S]^ HSti 7>>o]^ £^#5=* ofl^H 
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1020030007122 %^ 2003/3/8 

^l^iLS ^JlS. afl^JI &t}. ol^ ^oflA-l *Vw} Aj?]}s} 

^^<>1 ^■(polymorphism)^ ^ , Aflf-7fl *1£©1 

^^^7fl^-*l«iJ: ^lAU753490lS°fl^ ^^(parameters)^ 
1 <=»fl#Sfl ^fe 7l^^r 7flA]^ &t}-. ^, ^^fl^^S *I1AU7534901Jl°11 

7fl^m ^^Sj- ^^>7fl ofl«§}^ ^ ^ % 0_ S 

— ^^^i oi-g.^ ^ sa^-M-, °i-g-*><^ diojEii- 3 

-^^^7^*1 *llEP1103910M]^ -B-^>^ -grff-I- 5>J1A|- ^ <g^-a- 

nle] ^ZL *1HM #e)ZL^r#5ll^.E)^ SAjsf SSI Ajnfl tij-^^ 

71]a1^>ji o^tf. o] ^-x^o. DM ^ ^o] ( mutation )^- SJ-oi^l ISfi ^} 

^tr ^(wild-type sequence)^ ^(mutant-type sequence) 

o] oi-i; nfl zl -g-o] (mutation site) Jf^§- ^^*>Jl, a>o] o. s «£ # 
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1020030007122 #^ 2003/3/8 

(mutation site)» -§•&) Jl^r#eflj£.^ = * nfl g^S) SSafl: 

^sfl aj-g-^ ^ Sa^-M-, SSIS] ^s], ^a^*}- ^ofl tfl 

*flUS64033143:°flfe ^2)- <^ ^ ^ 3 o] ^ jaiafl Sl- 

fltb Tfl^'S ^ Al^Eflo] 7flA]sH Xl^. n l^*l$:£ 2flUS6403314JL«11 7flA]^ 
t^^r £S« ^-g- ^*KH OH- AHofl 7>^-*> ^ 7Hr^-§- 2.^- 

€^Rr ^#4 5iW7} ^*>*1 JH^> ^3*1- °fl^Rr «<HH ^ ^ 

olcf. = 3.J±7> tfl^-Bj- ^^-^1 ®±r ZL*} €-*Hfe J5LSJeL^ ^^g; ^ 

^*Rr ^-S. 7}^n *>M-S^i £Slf ^7fl*Rr I^MH a>=Al ^SSflo) *J- «- 

1- jL32f^ 0.5. Afl^ ^f^m = <^>^ ^2j-nV 010^5: 

0 1^H1 *i£-7} 5L^ #S-&7fl ^Cf. 

D 1^-^^3L ^1US625 1588^^1^ *£^Tr#^l^ = ££i *1 <g ^wj-^o] 7 flAl 
3<H Si 4. cl^^^S *I1US6251588JL<H1 7lH€ #ei^Ei ^ (clustering) 7l*g 

* £^3* 7}^>£-g- ^l^VJl, mf2] ^» ^*Rr fHH ?H4. 

29-7 



1020030007122 #^ <£t-}: 2003/3/8 

<ie> ssa 3:3 € 4d«»7l#*£: ^s. ssi t\^\s\ ^g-g- <gn>u|. 

£ 51^ ^%^f ^e], 3:3 3SL*<>1 7)1# ^^tfji Afls£ ^^l-o] 7^ <£sl*l^ # 
*<Mfe =Stif|- ^7jl*>^ « 0 >^^ o}u|e]- ^Jil- o^^tI) 

^ Sflt*. 

<i?> ^m^wjjr ^1 6188783 JL<H1^ SSI <^elH^ cfl ol afl o] afl-g-HHi ^ #*l7> 

7lW3<H 9X^. *]^*\#2L ^16188783^^1 7 flAl^ igx$°. ^o]b| ^Jl 
2m ^ °1 ^ ^ SU^l, l^tiS]- ^#Sl ^741» ^t-flolElnflol^S. ^SRr 

y A^r ZL ifl-g-O.5. *>JL Slrf. ZLB]^, SSfi ^iL7> <^Bl 7fl£l -^#3f ^7^1» 

^jl Si^r nfl ^4 Afl~. A>olo] 3.^3. ^o] ^-0.^.^1 nitiSl- Aj^o} AflS _o_ 

ol^ofl &£\*}v]B±S. AW-g-jj}. Afl- A >ol^ ^jy}. ^o}^ 01 *| c£o^ ol^ofl Aj^ig 
SSIf 7}7li Afl-^o} ^-Tfl- ^ 7 ] 7> ^ o^. 

<is> ^l^Ji^CBioinformaticsH^fe ^^fl^l ^ ^M&ll-I- ^HM 

^» 1M1 ^^17H1 ^ol7l nfl^-ofl cfl o] E^^- 7l#£ Sfl 
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1020030007122 %^ <H*>: 2003/3/8 

<19> -f-id, ^Ml^fl^jE. ^lW001559HSoll^ ^#^1^- ^ego] 7flA] 

3<H 91^. ^•^]^7fl»lJ: *HW00155911J-<Hl 7flA]^ 31 o} e^ ^1 ^ 

Q Q^<*\] ^7.fl*Hr C-flolE^lol^^ 3)0^ 7j]*fl o^*}-, Cfl O] Bl Zflxfl ^ 

^A, ^ 7^^^] tfltb GUI» A>^>^ z\]o)b\ 7>^- Al^e^ofl gift ^oji}. 

<20> ^-g-^-S, ^-^l^-7llai^ ^1W00239468^^1^ ^^.^1 cfltb -f-^^l^^°l 7lH 

3<H 5*^. ^Ml^flwlJ: ^1W00239468S^1 7M<g UI# ^o^e ^4 

<2i> ^-t1)^7}|»1Jl 7flW00101294^^]^ t-lH^ *ie)« 0 l-*H 7flAl5]<^ 0} 

cf. 711*1 J: 711W00101294SO11 7flA]sj ^.g- 7 flo} ^0^1^01^ £ ^ A^aH 

^fl^fl ^(query)«- ^ nfl $<(«fl# S^, XML)^S ^^^Jl, oil- z]-z]-o] 

>H«H>H -S-^Rr ajfij O.S ^^Sfl ^ a^A^s oil ol b] # ^^H # 

<22> pHs|o S| _o ^^^jr 7flEP1215614^ofl^ -f}-*l9j*> &q tlHEi 7}^^ 

0} 7\\X\s\o] ojcf. -S-^^fl^ttis 7llEP1215614^<Hl 7flA]^ A^s)- -^0} ^ 
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1020030007122 2003/3/8 

^>JI o}#6\) Afl^a ^eflol^. A^^^. ^ ol- A ) 

°1*H ^J±» 712,5. £S±L o^o]* A d^l^- 

^-71^1 71^^ ^f>}7] ^th ^ofl rtf^ xr^tL c>| efl ol Ai^l Aj^Efl 

T^ll^l 73^01^0] 7 )^5) 31i^H ^ol 7^V5l^ ^ ^ ; ^7} ELS. 

+ ^EL ^ O.^Ei ^-71 Til^^-g- ^c^Rr -R-^i£^H ^Mf^iLS] ^t*H4 
#&9lx^ -H-^i^^ ^t7> ^ Al^lf *m*Rr 7 fl^ ^o.^-ol 

7l§& ol^Vo] 7]^^ US ^<E>M 7l§^lf-# ^^j-Jl 4V7I £13.^ £1 
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1020030007122 ^^ ^a}: 2003/3/8 

<28> olofl o 1Sfl> ^je^l iS.tiLofl rfl^flA^ J^o} ^ xr^. 

2+£ °l-§-^ ^^1^1 ^J±«- ^o>^ ^ olcf. 

<29> oj^oflA^ ^ Jfs} S.'S^g: %1-S<5H ixf €- SSI ^eflo] A^] Aj^efl ^ 

w>^-^?b <*}°\) tflSfl ^ 0 M]*1-Tll -M^t!:^. 

<3l> 5= M: -g- ^ofl 4=- 3X5LJ± oleflol A^] Alisj(ioo)^ ^#-^(110), 

^3^(120), 3*1^8^(130), #§W140) £ ^J±-f-^-(150)S ^€=h 
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1020030007122 2003/3/8 

q ^ns. ^^4. ofl-i- ^ , Tii «i ^1.04 Tfl^^ ^^2.0^1 m, as 

i^Ja. ^ofl^- zJ-zJ-S] ^^-^-i^ (coding sequence : CDS), ^!^(exon)/°jE£ 

(intron), Sll^ ^ (regulatory region), mRNA, -*! IS^I^^I (sequence tagged site : 
STS), ^^-B-^i^^ (expressed sequence tag : EST), ^^ZL^«t( C ontig sequence) ^ 
3 ^t*} 3*l^li» °l-g-*H tfjr f2t ^ ^ ^^.7} 7l^t}. 

o^H, ^l^^r ^^7} ^iL# 71^0.5. ZL^H- ^ ^^C-il, ofll- 

o]t£ °]x]o\) oi^l, mRNA^ISr $*}°\) 91^} , £3*1 9l$= STS, 

EST, exon/intron ^Sr ^ ufl ^tfl^jlS o]x£ c^ofl oii^j ^4 ^10)4. 

1- aV^s. fj-aq o.s ^fll-Tfl ^s. 9X5L, cf-E « 0 v/io S c-flo] 

t 2 -^^- 3£ ^£ NCBIofl^i ^X*r build 28 build 29 ^iL^ * r °lTr 

3l*HI Sfl^SM, NCBISf UCSC^^i titr *H^. j^-ofl Sfl^-tri=f) *r°H 3 

li# tilJII^- nfl ^^l^ai ^ 91^. S. 2<^ asi^3 <^ ^1 

7V lE^^H oit}. 

^iL^-f (120)^ asi^a **MH ^f^H a>o]o) sj-t))^. tij-^-o.^. ^if 

<H£hg- nfl zi<4 5.^- #^Rr 7l^olcf. ofl^. ^ , BRCA2 -fj- 

7 d*\2\ mRNA°1] cfl^fl j9l^o] 1-o| o^, Jl^ ^Jf (I20)^f ^Ji* ^ 5^ 3.^^ 
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1020030007122 #^ H*}: 2003/3/8 

^3- £€■ JMJi&<& mRNA ^^7> ^ Tfl^ 

«13H1 tfltb ^^.^^^-(120)^ aii^a ^oil $m ^Ji-i-g- SK!*H 

^1^^(130)^ tflSfl 7>^1 ^7} xrfl ZL 7>^C|] -f 

^!lr^» <^W. 3.3,^3. -fi-^iLofl tflSfl 

^^3: 7l^O.S. ^*1^J±7> 7l^-£]oi 91SLH.S., ^^1^^«-(130)^ tflsfl 

3*H <*^tt Sa^. °fl °fl A i ^ BRCA2 mRNA 

°fl A^o] #o^_o i£ o^l^- <g^^] ( ^ 3-E]n, iH^A^, t^J}^ 

1, exon/intron 31 J± 7l^ofl cqsfl ifl-g- ^rf. 

<>1 ^^^^-¥-(130)^ 7^*1)2] ]±$-%-°} 7]^& ojAj-cl 7)^^^S. 

7l^ZLl-^- 3.3.^3. 71^5. 71^-B-^i^^ ^ ^ 

^ Tfl^-ofl s.^- 3L^-£)<H 9X^, °1 ^ f^d^Jit^ Tfl^^o) t^o] 73 a] 3 ^5= 

3*\ 8>tf. ^1^^(130)^ tJ]^i^ ^AUHl£ ^^l^S)-7> ^ -fr^l 

^^^^-¥-(130)^ ^^^i^^.7> ^711^- 7}^o) ol^ cg<^ o. ^^j. jjr 
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1020030007122 <£t\: 2003/3/8 

^^^^^^^(132) £ ^^1^^-^(134)1- ^-wlW. ^^^^^.(130)^ Aj-^tv ^£ 
£ 3<i <&t\. ^^^^(132)^ 7l^S. 7l^ZLf-°lH 

^^tbcf. $1*1 ^^(134)^ 71^-a-^^^l cflsfl TjjA}-^ ^o]^ 

31*1^-^(130)^ ^J-g- 7l^S 71^-Ll-^: 7,§^Rr 7^Al«- 

(136)1- ^HlW. ^Al-a(i36)^ Tfl^^ofl tHtb a^dfl ^.^.o.s. €^i)*Kr -H- 

^flSRr -B-^^il 7l^Zlf-g- /SAl^Vcf. 7fl^Ai^<Hl tfl*> ^^-^1 &|^i<Hl 

^SLS. ^fl^Rr -R-^SL^ * ^O^Jo, ^>Ol^ 73A]W-(l 36 )0jl^ t]1 ^-^ 

^ olsf ^ > ^<3<*^Jf-(l32HH TiH+sH ^A]Jf (i36)jiL ^JE 

#^-¥-(140)^ J1^«K£ ^A] ^^O] ^o]^- #5^Cf. oflcq 

fli=k ^1# *«H , ^^^l^Hl^i^ 10,000bp(base pair)7> °1^>£^c11 ^^n^Hl^^ 
9,900bp^ ^ 9X^. ^^AS, 71^ &»J\^*\<£ ^ exon ^£.7} <§aB 

*fl M- ^ElZL^^l «1 §11 ^^l^it7> iL^H.^, ^^7> ^ iL^Sl^ ^^.ofl 7 }^*1 

^^^(150)^ rf^tb ^iL-i-olH 3ii^3 ^ofl 3g ^cj.. 4 
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1020030007122 #^ ^7}: 2003/3/8 

aSi^a ^ t^)o]B\ ^^fl ^ ^^.^7> ^Jl^t}. ^Ji^Jf(150) 

t^o]B\ 7 } o] ol^ ^ O-ofliE ^^^(130)^ *fl# cflolE] X| 

^e^H €«Hr MS dlojE^ 7}7^t]-. 
<4i> .£ 4^ ^ 4^- ^Tfl wj-^o) o_ i^ltb JL#£olt}. 

<42> £ 41- ^ 3*5. tHtf-fr^iL* <q«. S «-Ei <y^W>^rf 

(S400). ol nfl, SStio] ^t^^M <X7}*\<£°] (mutation)* ^-^l*>7l 3tb $91 

31 ^^^l-^ii- ^^*V4(S4io). ^ii^^«-(i20)fe a^i^a *gMH ^-<y 

€ ^ll7^jit 7l^s cfl^^^^sq- ^l^* ^-<?lth=KS420). nejji 

T-H, ^J±^^-^(l20)fe S^l^ ^<>l^i ^ ^t7}^^.7> ^A] ^i#0]^ 

(S430). ^ %H V ^^1 ^iil- If^ji ^i££, zi^^a. ^^1 7}^s\ 

<44> l^o] ^ Al^^a. 7 > ^iL5 ^-^S]^, ^^°] ¥.3.* ^Tfl W 0 >^<H1 ^Sfl 

Tfl^-A^oi] °)x}X\7)jl i§3H 71b]- t}^- o]x]-l-^- ^i^-wl-o} 

^Slf ^7jl*Vcf(S440). =LZ\^, ^ ^^7>^a.7> 2] A] ^<goll ^^7]- Ofq 

^ a>5 £S« i^H ^ o] %J>- t ^^^^^-(130)^ asi^a 

*1» ^W(S450). ^^^^ 23 a} A^jz)- zi $H i£ 

o] ^ ^^7>^^.^1 <^fl iS«f ^7ll^-cf(S460). 
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1020030007122 #^ 2003/3/8 

<46> £ 5« #2^, 3J±3^-¥-(120)fe ^SL» <£5ix} =S«f ^d^^, Ajen 

tb JES«.7} <^n:-]*V Tfl^-A^^ 7ltiVo.S ^^1^ ^ov*j.cf(S500). sj-ov^ 

SL^}-* ^-<at!-cf(S510). 

(S520). ol nfl, SL±r &^Z\*\<£3\- ^ cf= ^tflo) ^ 3£i^3 

^^^^-^-(130)^ ELsL^EL °}-%--e}<^ sj^l A^o} 

^(120)^ ^Afl^ o]^ o^^- 7)^SLsL *fl^ ^^11- 5E^-*Rr 3^1 A^o) a1^ x > 
^tilr^r °J^«HrtKS530). ^(120H *) ^^^1^ o]#6\] s^H 

7> €-E]ZL, ^^^a^, mRNA i^-^cf. 51 6°fl^r tfl A J-n-^iL7} 

BRCA2H nfl, ^°flAi o] ^ A-]^^ a^o] a1 ig*}^ Ji ^ a] ^ ^ 

<49> 4-g-o.s, ^1^^(130)^ ^l^ltl: ^ A^o^ Al^^^^^Jf 

^ *<>MH ^1* ^}<=>}^ W(S540) . fl«fl, ^1^^(130)^ 
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1020030007122 Qt\: 2003/3/8 

£ 6^ #S*>^ f SNPN* -fr^iL^ *H#£: -85668—85669^ ^^ofl 

^ S£4. 

-f^S. <5><*1 ^iL*^- 7pJ- ^l^g- ^ ofl^s}^ ^ 

^-f , UCSC. 200104 tH*Hl €^Kr ^^8: -85668— 85669^1 ^^HH o]^}<^o^ H _ S _ j 
UCSC. 200104 tH*Hl #;W=i SNPN^r UCSC. 200206^ *H ^fl*}^ S^b ?A°-S. ^jtft ^ 

3*]» ^l^*>7l ^« ^17>^^1- A>ol^ ^ol7> 4J*>^ ZL 

S550^r^l^A] ^^1^^-^(130)^ ^ a^jz}. ^ Al ^<g#o|H tfl-g-sq^r ^t^JS. 
-T-, CDS^ -148990— 149048ola.S. 3*li£s|-7} 7\Q €■ $-3\^g.o]t)-. 

*)^<mi30)b zj-zj-s] -fi-^iLf^l tfl«fl Tfl^ *W3M ^*fl*Hr tfltf 

^ ^^Jl* ^ Sa4. n^Jl, ols. ^.g. ^3 o_ s ol-g-^Tg gfltg- ii^u 

-%-X}7} S£tif Afl^-Tfl *M #ulS. *fl#7fl ^Tjll- tb SSl^El o. ^ 
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1020030007122 #^ <y*>: 2003/3/8 

«.7> SX^, #^1* = 3.J±e}:E ^ ^^7> ^ 5^4. ^ 

wl^tt ^M.^ -fr^*}^ ^ ^iL«- o]-g-^ ^ ^ ^o.M- ( 

#3 ^J£# ^>lr 4 s <^1S ^* Sl^^M Silt ^TflS}-^} %v 

°1 3 111 ^Tjll- J±Ef ^Tfl ^e)^- ^ ^Cf^r # 
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1020030007122 %^ <Qt\: 2003/3/8 

^^7} Sl-g- 91tt 7]^-nfl^o] ROM, RAM, CD-ROM, *}7] Efl o]H, ^S^c)^ 

$3.3. <^^€ Ai^^ofl ^aV^c^ &<&*9r<q ^^7} ^ 

^ 3 w>^-3i *V ^ Aj ofl ofl ^ 51 *1 o>q ^ , ^ ^ ofl *J a. ^ cq 

■fl-*l* &<>1 ^ ^§>^ 7l#£-°HM ^VO| ^Al^ 7} *\ - 

tfoj:^. £<g Aj^j. 7].-^. ^6 ^ 71 7(1 

ifl°fl iiTfl ^4. 

4€- =S« -iTfl Al^tfl ^ « o v^ofl ^)^ ; a^ofl -gTfl^ = 5.*L<*H tfl 

Sfl/^ 5)A]o^ ^if *fl^ ^ Stl^, — -S-HL-g- ^Tfl^- ^-Ajo) t,)^^^^ pi 

* f^V^I 5U4. Hth -g- p>ola.S <H elM^ a^ ^av^_ ^ajo.s. 

HSti A^, «.^5l^ ol 7I nfl-g-ofl <2]*Lo] CilolEi# HcflS # ^ & 

4^ $X^. 
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1020030007122 #^ 2003/3/8 

1] 

#3*Ur A^^^ 5)^^ 

■fr^d^Jit °l-§-tt =S1 ^elH -iTfl Aj^Efl. 
[%^^ 2] 

«H tfl-§-E)^- c-flolB] ^-71 3.3.^=1 t^*}^ ^iL^^f-I- xy\ S.^- 

3] 

A o V 7l 7fl^«g^. ^SKr -fr^^iL^ ^t*h Aj- 7l 7fl^-Ai<g^- ^-A^Rr -fr^ 
^ ^71 Tll^-A^^-oflA^ Al^^j^ ^fifl*], g Aj- 7l Tfl^-A^^- ^SKr -fr^ 
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1020030007122 #^ 2003/3/8 

2-2) S#*Hr ^los. ^ o]^ oj-g-^l- n S a c^eflo] 

4] 

*fl 7)1^ *>°13H1 0.^^= J=Lo^j.<*| a o V 7] Cfl^^^i^ ^ S. 

^ o]^ -fr^iL* oj-g-^l- o^o] ^ t*]^. 

5] 

^"71 3.3.^3. *£-Qr 7}^S. <#7] 7}^=L^-°)]*] 7\}2]& -fr^iL^I Aj^ * ^ S 
3*1^ ^°ISf 7jl^>Jl ^-71 7l^ZLl-o1]A^) ^-^^^ofl tfl*fl T^IA]-^ *Hi3t-a- 

^-^^.S Sfe o]^ -B-^^H* ol-g-^- O^o] A]^. 
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